We review the features in these five published cases together with four previously unreported cases and discuss the features which distinguish it from other disorders with similar manifestations.
Clinical features (table 1) OCULAR The striking ocular feature seen in eight of nine of (fig 2) . There does not appear to be a particular pattern of distribution of skin involvement, although in five cases one or two areas of aplastic/hypoplastic skin were present above one or both ears. In seven cases a further unusual 'punch-like' defect of the skin was present (fig 3) . Histology of one of these 'punchlike' defects in the one case available showed focal inflammatory changes.
Eight of the nine cases had skin appendages ( fig  4) . These were primarily present in the periorbital region in seven cases and in the postauricular region in one. Histology of an appendage in one case showed normal epithelial structure. This is in marked contrast to the characteristic histology seen in the skin in the Goltz syndrome in which fat cells replace connective tissue in the corium. FIG The origin of the features in this disorder is unclear. Chromosome analysis was normal in eight out of the nine cases where this was performed. Enquiry into the family history in case 1 showed a paternal grandmother with unilateral anophthalmia, and in case 8 there was bilateral coloboma in the mother and an eye cyst in a paternal first cousin. In addition, the parents of cases 2 and 7 had had two spontaneous abortions. It is possible that the condition could be the result of an autosomal dominant gene with reduced penetrance and variable expression and that the majority of the cases represent new mutations, given the above findings. Autosomal recessive inheritance cannot be ruled out, although consanguinity has not been reported and there have been no reports of recurrences within sibships. Approximately equal numbers of both sexes are affected (M:F 6:3) making X linked inheritance unlikely.
Although recurrences have not occurred in any of the families reported, prenatal diagnosis should be possible by detection of the intracerebral cysts using prenatal ultrasound studies. It is not known, however, at what stage in pregnancy these appear in order to predict how reliable these findings might be.
Cystic eye defects arise from defective closure of the embryonic fissure at the fourth to fifth embryonic week. The embryonic fissure forms during the invagination of the optic vesicle and optic stalk at the 5 to 8 mm stage (five to six weeks) of gestation. The fissure allows the hyaloid vascular system to enter the future vitreous cavity and the sprouting nerve fibres to grow from the retina to the lateral geniculate body. The embryonic fissure begins to close centrally around the 8 mm stage (six weeks) and fuses both posteriorly and anteriorly by the 20 mm (seven to eight weeks) stage. Improper fusion of the lips of the fissure may produce a defect in the neuroectodermal and uveal tissue, manifesting as a typical coloboma consisting of a layer of sclera lined by a thin membrane of maldeveloped ectoderm. Proliferation of the neuroectoderm at the lips of the persistent embryonic fissure may form a cyst, the cavity of which is continuous with the space between the two layers of the optic cup. 8 9 Skin tags arise as a result of disturbance along the line of coalescence of the facial buds during the fifth to sixth embryonic week. "' Ferguson et al3 suggested that the collection of features seen in these patients is part of a spectrum of associated defects which could be induced by factors which interfere with morphogenesis in the fifth to sixth week of gestation. Happlet' has recently proposed that this syndrome, like a number of other sporadically occurring disorders with an irregular distribution of skin involvement, may be the result of the action of an autosomal 'dominant' lethal gene which is only compatible with survival in the mosaic state. The possibility of a submicroscopic deletion being responsible cannot be ruled out at present. 
